**What was known?**

Phakomatosis pigmentovascularis along with systemic involvement like Sturge-Weber syndrome has been reported previously in literature.

Introduction {#sec1-1}
============

Phakomatosis pigmentovascularis (PPV) is a rare condition first described by Ota *et al*., in 1947.\[[@ref1]\] It is defined by simultaneous presentation of capillary malformation and pigmented anomaly. There is no sex predilection, but the Japanese are found to be affected more.\[[@ref2]\] It arises sporadically. Though four main types have been described, a fifth type with cutis marmorata and aberrant Mongolian blue spot have also been added to the list.

Case Report {#sec1-2}
===========

A 13-year-old female presented with port-wine stain of left side of the body including face along the distribution of 5^th^ cranial nerve, upper limb, trunk, and lower limb \[[Figure 1](#F1){ref-type="fig"}\]. Additionally, this lesion was present on right side of the back as well. There was associated hypertrophy of the left lower limb with a visible vessel along the lateral aspect of the leg \[[Figure 2](#F2){ref-type="fig"}\]. The left sclera showed blue discoloration \[[Figure 3](#F3){ref-type="fig"}\]. There was no history of seizures, but she had subnormal intelligence. Ophthalmological examination showed raised intraocular tension in left eye but the right eye was normal. X-ray of upper and lower limb showed no bony hypertrophy. The color Doppler study of left lower limb showed absence of great and short saphenous vein. An abnormal dilated vein on lateral aspect of leg and thigh was present which was seen to drain into superficial circumflex iliac vein \[[Figure 4](#F4){ref-type="fig"}\]. Superficial femoral vein was hypoplastic and popliteal vein was absent. Non-contrast computed tomography (CT) scan of brain showed focal parenchymal atrophy in the left parietal lobe region with foci of gyral calcification. Calvarial thickening predominantly in frontal and occipital region was seen. Frontal and sphenoid sinuses were found to be dilated.

![Widespread port-wine stain involving left side of face and chest](IJD-60-77-g001){#F1}

![Engorged vein over lateral aspect of left leg along with hypertrophy of lower limb](IJD-60-77-g002){#F2}

![Bluish discoloration of sclera of left eye](IJD-60-77-g003){#F3}

![Color Doppler picture showing anomalous draining vein on lateral aspect of left leg](IJD-60-77-g004){#F4}

Discussion {#sec1-3}
==========

Phakomatosis is a developmental abnormality simultaneously involving eye, central nervous system, and skin. Both, males and females are affected. Happle and Steijen proposed the genetic concept of twin spotting phenomenon to explain its etiology.\[[@ref3]\] PPV were classified into four types namely; type I: Nevus flammeus and epidermal nevus, type II: Nevus flammeus, Mongolian spots, ± nevus anemicus, type III: Nevus flammeus, nevus spilus, ± nevus anemicus, type IV: Nevus flammeus, Mongolian spots, nevus spilus, ± nevus anemicus. Each type is subdivided into two subtypes; subtype 'a', cutaneous involvement only; and subtype 'b', both cutaneous and systemic involvement. PPV type I, III, and IV have very rarely been reported in literature.\[[@ref4]\] Systemic syndromes which may be associated with it are Sturge-Weber syndrome, Nevus of Ota, and Klippel-Trenaunay syndrome. Our patient had port-wine stain and Nevus of Ota and also had systemic involvement which tilted the diagnosis in favor of PPV subtype 'b' variety.

Sturge-Weber syndrome is defined as a facial port-wine stain with associated ipsilateral vascular malformation of leptomeninges and eye. Eye involvement is not mandatory for meeting the diagnosis. Cutaneous changes most commonly involve the distribution of trigeminal nerve as in our patient. Brain changes show increased vascularity of leptomeninges which is usually unilateral and long-term pathological changes show calcification and atrophy.\[[@ref5]\] Here our patient\'s CT scan changes showed long-term changes like atrophy and calcification of parietal lobe of brain. Eye changes in the form of glaucoma and buphthalmos may occur.

Though definition of Klippel-Trenaunay syndrome include cutaneous capillary malformation of a limb and soft tissue swelling with or without bone hypertrophy, original description indicate that varicosities of vein on affected limb is the usual finding and lateral venous anomaly is the most common abnormality.\[[@ref6]\] Clinical picture showing widespread port-wine stain and hypertrophy of lower limb along with abnormal color Doppler finding, suggests the diagnosis of Klippel-Trenaunay syndrome.

Thus, our patient fulfilled all the criteria for the diagnosis of PPV along with Sturge-Weber syndrome and Klippel-Trenaunay syndrome. Few cases of PPV along with Sturge-Weber syndrome have been reported in literature, but PPV associated with both Sturge-Weber syndrome and Klippel-Trenaunay syndrome has been reported very rarely.\[[@ref7][@ref8]\]

**What is new?**

In our case report we are presenting phakomatosis pigmentovascularis with Sturge-Weber syndrome and Klippel-Trenaunay syndrome which is so far very rare.
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